Case report A male child was born at term after a pregnancy complicated by severe polyhydramnios and suspected cerebral malformations. These abnormal clinical signs were discovered after ultrasound was conducted in the late second trimester.
Birth weight was 2100g (<5th centile), crown-heel length 42 cm (5th centile), and head circumference 33 cm. On clinical examination the following characteristics were observed: receding forehead, broad nose, low set, posteriorly rotated ears, bilateral coloboma, narrow and hypoplastic nails in the hands and feet, bilateral clinodactyly of the fifth finger, hypospadias, and generalised hypotonia. An ultrasound scan of the head showed agenesis of the corpus callosum and echocardiography detected a wide ventricular defect coupled with pulmonary stenosis. The infant died at 10 days of age because of cardiorespiratory failure and necropsy showed Fallot's tetralogy, bilateral hydronephrosis of the kidney, hypoplasia of the gall bladder, and partial agenesis of the corpus collosum. 
